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B nocnepHee gecatuneTtve gpaliBepoM pasBUTUA NMepPCOHaNV3NPOBaHHOW MeAULIMHbI BbICTYNalOT 6106aHKMpoBaHMe U reHeTuYeckue
TexHonoruu. MNpu 3Tom c6op, XpaHeHne, aHanu3 1 pacnpocTpaHeHre 6MoNormyecknx obpasLoB 1 aCCOLMMPOBAHHBIX C HUMW JaHHbIX
ABNATCA HE TONbKO KIOUEBbIM 3/IEMEHTOM AJIA HACTOALWMX U ByAYLMX UCCeOBaHMWIA, HO 1 CTPATErMUYecKy BaxXHOWM MHGopmaLuvein
rocyaapCTBEHHOTO YPOBHs. [1nA ob6ecneyeHns COXpaHHOCTY U MHPOPMaLIMOHHOI 6e30MacHOCTN MOJO6HBIX CBeAeHMI BaXKHO NOCTPOeHne
HaLMOHanbHOM NHGOPMaLIMIOHHON CUCTEMbI C OPUEHTALMEN Ha NyyLLMe MAPOBbIE aHANOT K, HO C CMOJIb30BaHKEM UMIMOPTOHE3aBUCHMBbIX
TEXHONOTNN.

B cTtaTbe npoaHanu3npoBaH 3apybexkHblil onbIT LndpoBr3aLm 61MobaHKOB, yKa3saHbl KitoUeBble NperMyLLecTBa CyLeCcTBYOLMX
NHOOPMALMOHHBIX CUCTEM, MPUBEAEHbI MPUMEPbI NCMOMb30BaHNA KONNEKLUMIA U AaHHbIX B peann3aunm 3aaay MenUHCKON reHeTUKN,
a TaKXe NpeAnoXeH NosTanHblin NyTb Pa3BUTUA reHeTUYeCKon nHbopMaT13aLmmy C agantaumein K pocCUincKM peanuvsam, npobnematrke
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Today, genetic technologies and biobanking form the basis for the development of personalized medicine. At the same time, the
collection, storage, analysis and dissemination of biological samples and associated data are both the basis for current and future
research, and strategically important information at the state level. To ensure the safety and information security of such information, it
isimportant to build a state information system with a focus on the best world analogues but using import-independent technologies.
The article analyzes the foreign experience of digitalization of biobanks and identifies the key advantages of existing information systems,
provides examples of the use of collections and data in the implementation of medical genetics tasks, and suggests a step-by-step path
for the development of genetic informatization with adaptation to Russian realities, problems, and tasks.
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3auem Hy»>KHa MHpopmaTM3aLums
pa6oTbl 6uMo6aHKOB?

€TOIHS OCHOBY IIJIST PA3BUTHSI TIEPCOHATIM3UPOBAH-

HO¥ MEIUIIMHBI COCTABIISIIOT TeHETUICCKIE TEXHO-

Jioruu 1 6mobaHkuposBaHue. brobaHk sBisieTCst Op-
raHusalyei, KoTopasi OCylecTBIsIeT 0MOOaHKUPOBaHUE
¥ MOXET IIPUHUMATh, 00pabaThIBaTh, XPaHUTh M PACIIPO-
CTpaHSITh OMOJIOTMYECKIE 00pa3Lbl U aCCOIMMPOBAHHBIC
C HUMU JAaHHBIE U TEKYIIUX W OYAYIIX UCCIeIOBAHMIA,
NUArHOCTUKM U T€pPAIMU B COOTBETCTBUMU CO CTAaHAAPTHBDI-
MM OTIePALTMOHHBIMU TTPOLIEAYPAMU U BHITIOTHSITH ITOJTHBIA
KOMIUIEKC MEPOIIPUSITHI, CBSI3aHHBIX C ero (PYyHKIIMOHU-
poBaHueM [1]. Kputnueckum sneMeHTOM OMOO0aHKMpPOBa-
HUS SIBIIIETCS] HATMYE OOJBIION BEIOOPKY WHINBUIYab-
HBIX 00pa310B TOKYMECHTUPOBAHHOTO ITPOUCXOXKICHMS,
TOCTYITHBIX JIJISI MOJIEKYJISIPHO-TEHETHUECKOTO, OMOXUMU-
YeCKOTro, MMMYHOJIOTMIECKOTO, KIMHNIECKOTO 1 MHOTO
THTIA aHaJIM3a BBICOKOM pa3pelraronieii crrocooHocTu. B
3TOM CBSI3M OMOOAHK KaK CTPYKTypa, paboTaroias ¢ 60J1b-
LLIMM KOJIMYECTBOM 00pa3LoB 1 KOJUIEKIIUI, 3a4aCTyl0 pa3-
HOTO THIIa, HYXKIACTCSI B YETKO BEICTPOCHHOI CCTEME yde-
Ta, KaTaJOTU3alH, TIPUCBOCHNST YHUKAJIBHBIX HOMEPOB 1
OBICTPOIT MACHTU(DUKALIMI 00Pa3IOB, a TAKXKE JIOTUCTUKU
¥ KOHTPOJIST KauecTBa. be3 co3maHus ciennain3npoBaH-
HBIX IIPOTPAMMHBIX ITPOIYKTOB COBPEMEHHOMY OMOOAHKY
OyIeT CJI0XXHO 00ecieuynTh 3(D(eKTUBHOCTD YUeTa, XpaHe-
HUS ¥ YIIPABICHUS KOJUICKIIASIMH.

st peanu3auuy riaaBHOM e 0Mo0aHKa, a UMEH-
HO JOCTYITHOCTU COOpPaHHOU KOJICKIIUM IS IIPOBEIe-
HUS IIMPOKOTO CIIEKTPa KIMHUIECKUX U HAyUHBIX W3bI-
CKaHWM, TOJDKHBI OBITh ITOCTPOSHBI OpraHU3allMOHHAS
U MH(pOPMALIMOHHASI CUCTEMBI JOCTYNA K JAHHBIM U €1~
HUIIAM XpaHEHUS.

Ilon nHpopMaLIMOHHON cCUCTEMOIT OMOOaHKA MOHU-
MalOT COBOKYITHOCTB comepKalieiics B 6a3ax JaHHBIX MH-
dopManm 1 obecrieunBaroIINX ee 00padboTKy MH(pOpMa-
LIUOHHBIX TEXHOJIOTUI U TeXHUUYeCcKuX cpeAacTs [1]. Takas
CcHCcTeMa MOXKeT BKIIFOUATh B Ce0sT COOCTBEHHO 0a3bl TaH-
HBIX (MHGOPMALIHIO O MTallieHTe, 00pa3sile, ITPOBEACHHBIX
HCCIIeTOBaHUSIX 00pasiia), IMPOLIECCUHT 00pa3lioB, ajro-
PUTMEBI 00paOOTKU JAHHBIX, CUCTEMBI IIPUHSITHS pPellie-

HUIi, BKJII0YAsl TEXHOJIOIMU MCKYCCTBEHHOTO MHTEILIEK-
Ta (PUCYHOK).

CoBpeMeHHbIE TTOAXOIbI TAKXKe IMO3BOJISIIOT CO3aTh
MporpaMMHO-aIIapaTHble KOMILIEKCHI (CMCTeMbl MOHM-
TOpUHra), obecrnevyrBalole yaajJeHHbIi cOOp U aHaAIU3
BCEX KJIIOYEBBIX XapaKTEPUCTUK OKPYKAIOIIE CPEbl B IT0-
MEILEHUSIX U/WIN 000pYIOBaHUU, TAKUX KaK TEMITepaTy-
pa, BIaXKHOCTb, 3JIEKTPOCHAOXKEeHUE, HAJTMYUE XKUIKOCTH,
JbIMa WU IBMKEHMSI, KOTOpbIe OYIyT CUTHAJIU3UPOBATh
00 OTKJIOHEHUSIX B YCIIOBMSIX XpaHEHMSI, ITPEIOTBpalast
TEM CaMbIM MOTEPU 3HAYMMBIX €IMHUIL XpAaHEHUST U MaTe-
pUabHbIE YOBITKH.

LludpoBu3zanys BICTYIIa€T UHCTPYMEHTOM MOCTPO-
eHMs yuyeTa, oOMeHa MH(popMaIeil MeX1y pa3IMIHbIMU
CTPYKTYypaMH, CO3IaHUsI KOJJIEKTUBHBIX LIEHTPOB MOJIb-
30BaHUsl, YHUKAJIbHBIX HAYYHBIX YCTAHOBOK, IIPOBEIECHMS
COBMECTHOI Hay4yHOIi paGoThI U T.1. be3yclioBHO, MH-
bopmaTuzanusi 6M0O0aHKOB JOJIKHA YIYUTHIBATh CITEIIV -
(buky 1 3a1a4m KOHKPETHOTrO 61M0OaHKa, CBSI3aHHbBIE C €T0
HayYHOM MJIM MEAUILIMHCKON NesATeIbHOCThIO, 00pa3oBa-
TeJbHbIM KOMIIOHEHTOM, OCOOCHHOCTbIO OpraHu3allk-
OHHBIX M MMPaBOBbIX (hopM Koyutekiuu. Takast cucremMa
JIOJKHA OBITH TECHO CBsI3aHa C MEIMIIMHCKOM /WU Jla-
O0opaTopHOit THOOPMALIMOHHON CUCTEMOI KOHKPETHOM
OpraHu3aluy. YYUThIBasl BbIIIECKa3aHHOE CTAHOBUTCS
O0YEBUAHO, UTO MH(pOpMaTU3aUsl — 3TO d(PPEKTUBHBIN
CIocob 00ecneynTh pa3BUTUE U (PYHKLIMOHUPOBaHUE OMO-
0GaHKa M ero BOCTpeOOBAaHHOCTb HAa BHYTPEHHEM U BHEIII-
HUX PBIHKAX, a JUIsl BUPTYaJIbHbIX 0MO0OaHKOB — OCHOBA
(byHKIIMOHUPOBaHUSI.

3apy6exHbin onbIT UdppoBnsaunm 6mobaHkos

Nnudpopmatuzanust 6mobaHkoB B Poccun Havanach
CpaBHUTEIBHO HEIaBHO, TOTJA KaK CTpaHbl 3amagHoi
Esponbl, CIIIA, Anonus, Kurtait u HeKoTOpbIe Ipyrue
BBICTpauWBaJINi CBOUW pellleHUs B obyacTh HUudpoBuU3a-
MM B TeYCHHUE MOCICTHUX ABAAIIATH JIET M CYIIICCTBEH-
HO TIPOABUHYJINCH B 3TOM Borpoce. Takoii mporpecc CBsi-
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3aH He CTOJIbKO C YHUKAJIbHBIMU TEXHOJIOTUSIMU, KOTOPbIE
KCTIOJIb30BaJIN 3apy0eXKHBIC YIEHBIE, CKOJIBKO C TEM, YTO
(bopMupoBaHue U pa3BUTHE OMOOAHKOB TaM ITPOMU3OIILIO
3HAYUTEJbHO paHbIIIe.

HeobxonuMo oTMETUTh, YTO MHMOPMAaLIMOHHBIE T1aT-
(opMBbI B cBoeil paboTe UCMOIb3YIOT BCe KPYIHEHIINe
ouo6anku EBponbl u CHIA. ITonapasioniee 00JbIINH-
CTBO Takux pa3padoTok peanusoBaHo B CIIIA (Agilent
SLIMS, CloudLIMS, LabCollector, BSI, LabVantage
8, BiobankPro, Matrix Gemini Biobank Manager LIMS
(coBMecTHO ¢ Benukoopuranueit u Yexueii)) (tadbau-
na) (https://explore.agilent.com/Agilentslims, https://
cloudlims.com/industries/biobanking-lims-software.
html,https://labcollector.com/lp-biobanking-lims-
software/, https://www.bsisystems.com/bsi/,https://
www.labvantage.com/lims-technical-infrastructure-
exploring-labvantage-8/,https://www.brookslifesciences.
com/products/biobank-sample-management-system,
https://www.autoscribeinformatics.com/resources/press-
releases/enhanced-capabilities-for-matrix-gemini-biobank-
management). [lepedrciieHHbIe PEIIEHUST UCIIOIb3YIOT
B Pa3JIMYHBIX TUITaX 6M0OAHKOB (rOCy1apCTBEHHBIX, YaCT-
HBIX), B HQYYHO-MCCIEeI0BaTebCKUX MHCTUTYTaX U YHU-
BEPCHUTETax, TEM CaMbIM pellasl 3aa4i MCCIIeI0BaTEeIb-
CKUX, TMarHOCTUYECKHUX U TepareBTUIECKNX OMOOAHKOB.

CyuiecTByeT ABa MPUHLIUNUAIBHBIX TOX01a B paboTe
¢ uHpopmManueit. B nepBom ciyyae uHOOpMallMOHHAs CU-
cTeMa pa3pabaThiBaeTCsl UCKIIOUUTEIBHO IO HYK/IbI KOH-
KpeTHOro 6robaHKa B KaueCTBe MHIMBUIYaIbHOIO pellie-

(
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Hus1. Bo BropoM pa3paboTyuKu IMpOrpaMMHOro obecriede-
HMS UAYT MO IyTH CO3MaHMSI YHUBEPCAJTBHOIO IPOIYKTa,
pelIalolero 3a1a4yu MaKCUMaJIbHO IIMPOKOIo CIEKTpa.

ITo undopmanuu, 3asiBIeHHON pa3pabOTUYMKaAMU
IIPOrPaMMHOTO O0ECIIeUeHUsI B OTKPBITHIX MCTOYHUKAX
(https://www.openspecimen.org/, https://labcollector.com/
Ip-biobanking-lims-software/), MOXHO cKa3aTb, YTO Hau-
6oJIblIIee KOJIMYECTBO IOJIb30BaTelell paboTaloT ¢ peliie-
HusimMu OpenSpecimen (CILHA, Unaus, cbiiie 70 Kiau-
eHTOB B 0osiee yeM 20 ctpaHax) u LabCollector (CILA,
oonee 50 000 nonw3oBaTeneii). KpynHeimmii uccienona-
TeJbCKUI MOomyassuuoHHbIN 6uodaHk, UK Biobank, uc-
noJib3yeT B pabote perieHue Biobank Access Management
System (AMS) (https://bbams.ndph.ox.ac.uk/ams/, https://
ukbiobank.dnanexus.com/landing).

3apybeskHble ”HOOPMALIMOHHBIE CUCTEMBI IIPOMBIIII-
JIEHHOTO YPOBHSI 00s13aTeIbHO BKJIIOYAIOT OOILECUCTEMHBIE
KOMITOHEHTHI aIMUHUCTPUPOBAHUS, pa3rpaHUIEHUS TI0JIb-
30BaTeJIbCKOTrO OCTYIIA, 00ecreyeHrss MHGOPMallMOHHOM
0€30MacHOCTH U 1IEJIOCTHOCTU TAHHBIX, a TAKXKe (PYHKIIU-
OHaJIbHbIE KOMITOHEHTHI, CBSI3aHHbIE C YI€TOM ITOCTYILIC-
HUSI 00pa3loB, UX PETUCTPALlM, BEASHUS SJIEKTPOHHBIX
JKypHAJIOB M yuyeTa XpaHeHuUs1 (Tabauia).

HexoTopsbie pelieHust HanpaBJieHbl Ha OTAEbHbIE 3a-
Jayu B pabore oumodanka. Hanpumep, FreezerPro nmpenna-
3HAYECHO JIJISI yUeTa M XpaHeHUsI 6M000pa3IioB U MO3BOJISI-
€T IOJIb30BaTelIIM MoJydaTh UHMOpMAIIUIO, Ie pacio-
JIOXKE€H HeoOXoauMBblii oOpasell B xononuinbHuke (https://
www.azenta.com/freezerpro-biobank-software).

(

O6pasoBaTensHbie O6pazoBaTenbHbie '
Opr L KOMT Thi L KOMMOHeHTHLI UHPopMaLMOHHBIe KOMMNOHEHTbI L KOMMOHEeHTHLI

Yuér 6noobpasuos AgMuHUCTPpUpOBaHue Mpoueccunrobpasyos AnanuTtuueckuii Moayne
*+ MNoctynnenue UC Bu HKa PerucTpaums obpasuos ANropuTMBI B TOM Yucne

Xpaesme Pasrpanuuenue goctyna *  NaGopaTOpHLIE MAHUNYNALMK, CnpumenedveM YW

Bobigaua * Ynpasnexue cTpykTypon UC HanpasneHHble Ha paboTy BuourndopmaTuyeckue

- cobpasuamu (anMKBOTMPOBaHWE, KOMMOHEHTBI
MNpocnexusaHue * HacTtpoika 6usHec-npoueccos
MNOAroTOBKA NNasMbl, CEIBOPOTKM, CiaTRCTRE
sbipenenue OHK v ap.)
YnpaeneHue Cknap
- P
Y P
*  Mnannposanune Cucrtema MmoHUTOpUHra Ba3bi gaHHBIX

* Aorosopa c sakasunkamn *  Y4yeTu cnucaHue pacxogHbIX anpac'rpyK‘rypu
+« COMbi MaTepuancs U PeakTUBOB

3aaBKu Ha Bbigady U * CpoKM rogHoCTH

PasMELLEHNE B XPaHUNULLE

KoHnTpons kauecTea
U UEeNoCTHOCTU AaHHbIX

PucyHok. Cuctema nHpopmatmsaumm 6uobarHkos (no [11])
Figure. Biobank informatization system (according to [11])
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Ta6nuua. UnpopmaumoHHbie cucremnl (no [11])

Table. Information systems (according to [11])

HaumenoBanue
No
CHCTEMBI

Kommanust
pa3paboTInK

CrpaHa

BosmoxxHocT

CchliKa Ha caiiT

1 | Agilent SLIMS

Agilent

Technologies

CIIA

- O630p 0Opa31OB 3aMMUCeil, MECT XpaHEHMSI, CTaTyca
00pas1oB, pabouero npouecca odopasia

- HacrpauBaemast aHHOTaLMs1 oOpasia

- CBsI3b MeX1y 00pa3LiOM, TEHETUYECKUM TECTOM

U POJOCTIOBHOI, BAPUAHTHI TPOBEPKU JaHHBIX

- [NonHas 1ienoyka mocTaBok

- MHTerpauus ¢ cucteMamu yIpaBieHUs] MOPO3UJIbHBIMU
Kamepamu, mprudopamu U 60JbHUYHBIMU CUCTEMaMH,

https://explore.agilent.
com/Agilentslims

2 Di-LIMS

DiData

[IBeituapus

- YnpaBjieHue 1 OTCIeXMBaHUE 00pa31oB

- OnTuMuU3anus BpeMeHU U MecTa [UTsl XpaHEHUs

- Monynb 151 poBepKH JaHHBIX, a TAKXKE UMITOPTA U 9KCTIOpTa
JTAaHHBIX

- 3aumra KOHPUASHIMATLHBIX JAHHBIX C TOMOIIBIO TIPaB JOCTYTA

https://swissdidata.
com/lims-system

3 CloudLIMS

ISBER

CILIA

- YnpaBJieHue MOJTHBIM XU3HEHHBIM IIUKJIOM 00pasia

- YnpaBieHue TaHHBIMU MTAIIUEHTOB U UX COTJIACUEM

- OtcexxuBaHKe 06PA3IOB C TOMOUIBIO ITPUX-KOIOB

- [Touck xpaHsimxcst 0o6pasion

- YrpaBjieHue TecTaMu U pe3yIbTaTaMy TECTOB

- HTerpanus co CTOpOHHUMY CUCTEMaMHU JIJIsT O0IeTYeHUST
B3aMMOJICHCTBUSI

https://cloudlims.com/
industries/biobanking-
lims-software.html

4 LabCollector

AgileBio

CLIA

- BeicTpoe 1 ToyHOE onpeneeHre MECTOMOJIOXKEHUS
00pa31oB B JJabopaTopuu

-VHUKaTbHBINA UIEHTU(MUKATOP JJTIST KAXKIOH 3a1cy TaHHBIX
- [IpoBepka 3anucu u U3BMEHEHUH B 0a3e JTaHHBIX

- HBeHTapu3aums JaHHbIX

- Hactpoiika moneit, puibTpoB orcka B MOIYIISIX

- PenaktupoBaHue pabouux mpoieccoB OnodaHKa
-YnpaBjieHue J0CTYNOM K JaHHBIM C TTIOMOLLBIO YPOBHEN
pa3peleHui MoJIb30BaTENEH

https://labcollector.
com/Ip-biobanking-
lims-software/

5 MBioLIMS

BioBanking

DpaHuus

- OTcnexuBaHue 6M000Pa3LOB OT MPUEMa 10 OTIIPABKU

- OTcexxuBaHue Tpoliecca: aTMKBOTHPOBAaHNUE, TIpeobpa3oBa-
HMe, XpaHeHUe, aHATNU3

- I'eHeasnorust o6pasuos

- HacrpauBaemsie

(GYHKIIMM TTOMCKA U OTYSTHOCTU

https://www.modul-bio.
com/en/

6 | OpenSpecimen
(Biobanking
LIMS)

OpenSpecimen

Wunus,
CIIA

- YripaBjieHUe MOJIb30BATEISIMU U POJIIMU

- OTYeTHOCTb, TPUOOPHAs MaHEb

- YripaBjiieHue 3anacamu

- Kojutekium o6pa31ioB Ha OCHOBE 00JIe3HEl MM OCTABIINXCST
00pasiLoB

- OTCNeXBaHUE COTJIacus

- HactpauBaemblii moJib30BaTeIbCKUI MHTEpdEiic

- Umnopt MaccoBbIx gaHHbIX (CSV)

- bezonacHOCTb XpaHEeHUs

https://www.
openspecimen.org/

7 Cucrema
MHBEHTA-
pu3aluu

OMOJIOTMYECKUX

o6pasiios (BSI)

BSI Systems

CIOA

- OTciieXrBaHKE BCETO KM3HEHHOTO IIMKIIa JII0OO0ro
THIa obpasia (TojydyeHue, olleHKa, XpaHEeHHe,
00paboTKa, J0CTaBKa U YHUUYTOXKEHUE)

- Hacrpoiika paGouero mpoiiecca

- ®opMUpOBaHKE OTYCTHOCTH

- JlocTymHBI BO3MOXHOCTHU earHoro Bxona (SSO),

a TaHHbIE MalMeHTa IPY XpaHECHUU 3aubPOBaHbI

https://www.bsisystems.

com/bsi/

8 LabVantage 8

LabVantage

CIOA

- LlenTpanu3oBaHHas CCTEMa [UTST XpaHEHUST aHHOTUPOBAHHBIX
JIAaHHBIX 00 0Opa3Lax

- [MonHoe oTciexxrBaHue 00pa3lioB M 1IeMoYKa MOCTaBOK

- basza maHHBIX ¢ BO3MOXKHOCTbBIO TTOMCKA

- BosaMoxHOCTH 0becrieueHust 6e30MacHOCTH JaHHbIX

- YrpaBjieHue MCCIeI0BaHUSIMU

- OTclieXXrBaHKE COITacusl MalreHTa

https://www.labvantage.
com/lims-technical-
infrastructure-
exploring-labvantage-8/
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HaumenoBanue
CHCTEMBI

Komnanus
pa3paboTInK

CrpaHa

BosmoxnocTu

CchlIKa Ha caiiT

TD BioBank

TECHNIDATA

CIIA

-YnpasieHue 6MoJIornYecKuMM odpaszliamMmu

- UcTopust 6uosiornaeckKux pecypcoB (JIOHOP, KOJIJIEKIIUSI, 00-
pasIbl, ATMKBOTHI, IPOM3BOIHBIC)

- XpaHeHue U yIpaBlIeHUe 3aIIpocamMmu

- M3roToBneHne MHIMBUIYATHHBIX WV CTAHIAPTHBIX KATATIOTOB
- UnTepdeiic ¢ cucteMaMy KOHTPOJISI TEMTIepaTyphl XpaHEHUST
- IHCTpyMEeHTBI MMITOPTA M 9KCTIOPTA JAHHBIX

https://www.biobank-
network.com/

10

BiobankPro

Brooks Life
Sciences

CIIA

- HacrpauBaembie pabouue npouecchl LIMS mist 6uo6aHKoB
U UCCIIEI0BAHUI

- Peructpanust oopasion

- ZKusHeHHbI LMK oOpa3ua

- Pabouue nuctel 06paboTKM 00pa3LoB

- YnpaBieHue coriacueM nalueHra

- YrpaBieHue uccie10BaHusIMU

- Knnenrckuii nopran

- 3anpockl Ha 00pasiibl, OTrpy3ka 06pa3LoB
- YnpaBjieHue TeCTUPOBAHMEM U aHATU3aMU
- YripaBiieHue rnpubopamu v peareHTaMmu

- KOHCTPYKTOp OTYETOB

https://www.azenta.
com/case-biobankpro-
government

11

FreezerPro
Biobank

Brooks

CIIA

- [NonmHoe ynpaBieHue obpa3amMu

- OtcnexuBaHKe 00Pa30B B MOPO3UIBHBIX KAMEPax

- OTobpaxeHne conepKMMOro SIIMKA HA OCHOBE 3HAYKOB

- OTYETHOCTb U UMIIOPT / OKCTIOPT AAHHBIX

- YMHBII TOUCK

- KoHcTpyKkTOp IMHaMU4YeCKUX 3apocoB

- [MonHbIit XypHa aynuTta

- [NevaTs mwTpux-xona ajst prakoHOB, KOPOOOK, MOPO3UIIb-
HBIX KaMep

- [l1a610HBI OTYETOB (BU3YyaIbHBIM KOHCTPYKTOP OTYETOB)

- OrpaHuyeHue 10CTyna K oopasity MHGOpMaIiy Ha OCHOBE
paspenieHui

https://www.azenta.
com/freezerpro-
biobank-software

Matrix
Gemini
Biobank
Manager

LIMS

Autoscribe
Informatics

Benuko-
OpuTaHusI,
CILA u AB-
cTpaius

- OTcnexuBaHue U yripaBieHUe UCCIeTOBAaHUSIMMU,
CBSI3aHHBIMU C HUMU 00pa3amu

- 3amuch 00pa3IoB, TECTUPOBAHUS U MHTEPIIPETALIUSI
pe3yIbTaToOB

- YripaBjieHue coracuemM rnauueHTa

- KoHdurypanust paboyux mpoieccon

- BetpoeHHast cucteMa 6e30MmacHOCTH

- Peructpaiusi xpaHeHusi U iepeMenieHusi 06pas3ion

https://www.
autoscribeinformatics.
com/resources/press-
releases/enhanced-
capabilities-for-matrix-
gemini-biobank-
management

13

UK Biobank
Access
Management
System (AMS)

DNAnexus

Benuko6pu-
TaHUS

JlocTyn K JaHHBIM OpUTAHCKUX OMOOAHKOB M UX aHAJIN3
COOOIIECTBOM 3aperMCTPUPOBAHHBIX UCCIIeI0oBaTeNeH

https://ukbiobank.
dnanexus.com/landing

Hudposas
matdopma
HBC

Harmonainb-
HbBII
BuoCepsuc

Poccus

- YnpaBieHue reorpaduuecku pacnpeneeHHON KoeKInen
00pa310B OMOIOTMYECKUX MAaTePUATIOB

- OpraHu3oBaHbI IPOLIECCHl PETUCTPALIUH, TPOOOTIONTOTOBKH,
XpaHEeHUS U BbIAAYM 00pa3iioB OMOIOTUYECKUX

MaTepHuaoB UCCIEeIOBATEISIM

https://nbioservice.
com/nti-project/

Hudposas
matdopma
TeHETUIECKUX
TTAHHBIX
(KoMmoHeHT
«bnobaHk»)

l'eHom
DKenepr

Poccus

- @ukcanus dhakra B3ITH OMoMaTepuraia

- Peructparust 1 MapKupoBKa IMOCTYTUBIITNX 00Pa3IoB
- KonTposb KauectBa

- [epBuyHas obpadboTka

MOCTYUBILINX 00pa31oB

- KoHTposb TeKylux ycaoBuii XxpaHeHUs B OMo0aHKe

- YripaBiieHue 3asBKaMu Ha Bbliayy oOpasiia

- OTKpBITHE TTacTiopTa 00pa3IoB U BHECEHUE

W/WIIN TIPOCMOTP MHMOpMaIu 06 o6pasiiax

http://genome.expert/
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OTAUYUTEIbHOM 0COOEHHOCTBIO APYTUX PEIIeHUI SIB-
JIIeTCSl BO3MOXHOCTb X BHEIPEHMSI B CBSI3U C ITPOTpaMM-
HBIMU MTPOTYKTAMU CMEXHBIX OPraHU3alMi, YTO MO3BOJIS -
€T co3/1aTh CUCTEMbl 3aMKHYTOTO 1IMKJIa 1 MAaKCUMaJIbHO
3¢ deKTUBHO UCIOIb30BaTh JaHHbIe. HampuMep, perie-
Hus Agilent SLIMS u BiobankPro npennonaralor cBsi3b
C 9JIEKTPOHHOU MEAULIMHCKOM KapTO U POIOCIOBHOM,
YTO SIBJIIETCS JOTIOJTHUTEbHBIM YI0OCTBOM B paboTe Bpa-
yeit u reneTukoB (https://explore.agilent.com/Agilentslims,
https://www.azenta.com/case-biobankpro-government).

IIponyKThl Takxke pasjuyaroTcs MO HOCTYIMHOCTHU
IUJISI TI0JIb30BaTes el MpolecCOB KaCTOMU3ALUU pellle-
HUS 1o KoHKkpeTHble 3agaun. Di-LIMS (Il Beituapust)
u OpenSpecimen (Munus, CIIA) 3asaBasioT 0oabliive
BO3MOXHOCTHU [IJISI CAMOCTOSITeJIbHOM afanTalluy perie-
HuUg 1 nosab3oBateneit (https://swissdidata.com/lims-
system, https://www.openspecimen.org /), 01HaKO TaKoi
MOJXOA MOXKET JIMIIATh BO3MOXHOCTH MOJTy4YeHHUS TEXHU -
YecKoi MoIepXKHU pa3padoTynka. [10aToMy 3TOT IyTh Ba-
JKEH M1J11 60M00aHKOB, 00J1a1al0IIUX COOCTBEHHBIM IIITATOM
WT-cneuuanucron. BiobankPro (CIIIA), HanpoTuB, uMe-
€T OrpaHUYEHHbIE BO3MOXHOCTU KaCTOMU3ALUMU.

B 11e;10M MOXHO TOBOPUTDH O 3peJIOCTU PhIHKA 11 -
poBbix TexHojoruii B CIIIA u ctpanax EBpornbl, a Takxke
0 Tpolecce aKTUBHOIO BHEAPEHUsI HApaOOTOK B MPaKTH -
YEeCcKoe 3paBOOXpaHeHUe U 0011IeCTBEHHOE 310pOBbe. Ta-
KO OTBIT, 0€3yCI0BHO, MOXKET ObITh MOJIE3€H [IJIs1 pa3BU-
TUSI aHAJIOTUYHBIX pellieHui B Poccuu.

Ponb undposoro 6nobaHka
B NPOBeAEHNN MeJNKO-TeHeTUYEeCKNX
nccnepgoBaHunm

JocTIKeHue 3pesioro YpOBHS MG POBU3AIINN U KYJTb-
Typbl pabOThI C JTaHHBIMU B OMOOAHKE OTKPHIBA€T HOBbHIC
BO3MOXHOCTH TIPY ITPOBEICHNN HAYIHBIX X TUATHOCTUYIC-
CKUX UCCIICIOBAHUN B MEIUIIMHCKOM TeHETUKE.

HaxkorureHne reHeTUIeCKMUX TaHHBIX HApSITy C KIIMHU-
YeCKOM MH(MOPMALIME SIBISIETCSI TOCTATOYHO TPYAOSMKOI
3amaveii He TOJIbKO M3-3a 00beMa MHGMOpMAaIIK, HO 1 U3-3a
pa3HooOpa3us ee HopM 1 CIIOXKHOCTH yueTa TeHOTHIIA T1a-
uuenTta. OTnenbHOE 3aTPyTHEHNE CO3AaeT HEOOXOMMMOCTh
cobupaTh TaHHBIC HE TOJBKO (heHOTHIIA MMalleHTa (IIpo-
0aHIa), HO U WIEHOB €r0 CEMbH, a TaKKe (PUKCUPOBATh
nHGOPMALIHIO O TITIOIE, SMOPHOHE U TTOJIOBBIX KJIETKaX.

CoOpaHHbIe B 6M00aHKax 00pa3ibl U JaHHbIE HYX-
HBbI JJ151 9KOHOMUU BPEMEHMU MPU MPOBENCHUN ITUPOKO-
ro Kpyra J10pOrocTosimnx reHeTU4eCKUX UCCAEIOBaHUIA.
OHU HE TI03BOJISIOT «IJIOIUTH» MHOXECTBO HEOOJIBIITNX
paboT ¢ orpaHMYEeHHBIMU BHIOOPKAMMU U TLJIOXO COOpaH-
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HOIi uH(OpMalMeil, MOBbIIIas TAKUM 00pa30oM KayeCTBO
MOJYYEeHHBIX pe3ybTaToB. [1o cyTn 6MoGaHKU SIBIISTIOTCS
arperaTopaMH JjIsl IPOBEICHUSI MeTaaHAIM30B, ITO3BOJISISI
MepeTH OT MEAULIMHBI SKCIIEPUMEHTATbHON K MENUIIMHE
JloKazaTejibHOI. B 310l cB3u posb HudpoBoro 6uodaH-
Ka HY>KHO paccMaTpyBaTh KaK MICTOYHUK pa3HOOOPa3HbBIX
CBEICHUI Ul YYEHBIX U Bpaveil (eciv peyb UAeT O BUP-
TyaJlbHOM 0M00aHKe), WM KaK XpaHUJINIIE BUPTYaTbHbBIX
¥ (pU3MYECKUX TaHHBIX B BUEe 00pa3IoB (€C/IU pedb UAeT
0 TpaIMLIMOHHOM OMO0OaHKe).

I'eHeTuyecKkue naHHbBIE B MacIlITabe OMOOAHKOB SIBJISI-
FOTCS1 3HAYMMBIM UICTOYHUKOM ITOMYJISIIIMOHHBIX YaCTOT aJl-
JIEJIbHBIX BApUAHTOB Pa3JIMUYHbIX reHOB. COOp TaKoi MH-
(opmariny ObLT OMHOM M3 TIEPBBIX MOTUBALIMI TSI CO3/1a-
HUS reHeTu4Yeckux 6unodaHkoB [2]. Kpome Toro, naHHbIie
noaHoreHoMHoro cekBeHupoBaHusi (WGS), cobpaHHbIe
B OMOOaHKaX, MOTYT ObITb MCITOJb30BaHbI IJIs1 CO3AaHUSI
JIOKaJbHBIX 0a3 peepeHCHBIX TeHOTUITOB. Takue 0a3bl
MPEIOCTABISIIOT BaXHYIO TOMOJHUTEIbHYIO MH(bOpPMa-
LIUIO O TeHETMYECKOM Pa3HOOOpa3uy OTACIbHBIX OIS -
it u HaponoB. MHpopmalus, coopaHHast B OmobaHKax,
BKJIIOYAsl pa3jiMYHble aHKEThl, (DU3MUYECKUE U3MEPEHUS,
MEIUILIMHCKUE OCMOTPHI, a TAKKe HJaHHbIE U3 MEIUIIMH-
CKUX UH(OPMALIMOHHBIX CUCTEM OOJIbHUIL U HALIMOHATb-
HBIX PETMCTPOB, MPEACTABIISIET CO00I OOIIMPHBIIA MacCUB
JAHHBIX JJIsT TPOBEICHMST aCCOLMAaTUBHBIX UCCIISTOBAHMIA.
ArpernpoBaHue OOIIETOCTYITHBIX JaHHBIX B paMKax I10-
JTOOHBIX pabOT CO3aeT HOBbIE BOBMOXKXHOCTHU B YCTAHOB-
JIEHWU PA3JIMYHbBIX CBSI3€i MEXIY TEeHOTUIIOM U (PeHOTH-
nom (PheWAS), a Takxke B uaeHTU(UKALIMKA T€HOB, BIUSI-
JOLIMX Ha HECKOJIBKO IMPU3HAKOB WU 3a00jieBaHuil. Takue
pabOThI CTAHOBATCST KpaiiHe aKTyaJIbHBIMU TIPY BHEIPEHUM
MOJIMTEHHOM LIKAJIbI ISl [IPOTHO3a MHAWBUIYAJILHOTO PU-
CKa pa3BUTHUsI MHOTOo(haKTOPHBIX 3a00JIeBaHUI, UTO SIBJISI-
€TCsI KpaeyroJbHbIM KaMHEM COBPEMEHHOI MepCOHaIU-
3upoBaHHON MeaulMHbl [3]. HakoHel, 6uobaHKupoBa-
HME CIIOCOOCTBYET IBMKEHUIO MEIUIIMHCKUX YIPEXKICHUI
B CTOPOHY TOYHOI MeAULIMHBL. [ eHOMHO-MH(BOPMUPOBaH-
Hble (genome-informed) moaxoabl HEOOXOAUMBI 15T «BO3-
BpallleHMs» pe3yJIbTaTOB aHa/li3a TeHOMa BCEM Y4aCTHM -
KaM KOTOPTHBIX UccenoBaHMii. Takue moaxXobl CEroIHs
VCIIEIIIHO peau3yloTcs 1o BceMy MUpy, Bkiatouass Tohoku
Medical Megabank [4], DcToHCcKuI1 OMOOaHK [5] 1 uccie-
JoBaTtebeKyto mporpammy All Of Us [6].

OnHUM U3 HauboJiee YCIeIIHbIX MPUMEPOB B3auMO-
JNEeUCTBUSI O0MO0AHKOB U T€HETUYECKUX TEXHOJOTIUIA SIB-
JseTcst onbIT mpoekta Genomics England (https:// www.
genomicsengland.co.uk) Ha 6a3ze UK Biobank. B ocHoBe
MpoeKTa — MOMYJSILIMOHHAs 60a3a JaHHbBIX U MEePBUYHBIC
nanHeie o 500 000 xxuteneit BenukodbputaHuu B Bo3pac-
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Te 40—69 ser. ba3oBble aHKEThI ObUIH pa3paboTaHBbI C y4e-
TOM CaMbIX COBPEMEHHBIX UCCIICIOBATEILCKUX BOITPOCOB.
B Xo/1e MHTEPBBIO OLIEHUBAIVCH CIIyXOBbIE M1 KOTHUTUB-
Hble (pyHKIIMU. B nccinenoBaTeIbCKUX LIEHTpaX Y9aCTHU -
KaM ObLIM IIPOBEACHBI aHTPOITOMETPUIECKIE U3MEPEHMS,
TECT CUJIBI XBaTa PyK, CIIMPOMETPHS 1 IeHCUTOMeTpus. J1o-
MOJTHUTETBHO UCCIIeTOBAIN OMOXUMMUYECKHUE TTOKa3aTeIn
kpoBu 1 Moun. Llenbio Genomics of England siBnsieTcst co-
3MaHKUE TeHETUYECKOM KapThl KaxkIOro IpakaaHuHa Bemm-
KOOpUTaHUM, UHIUBUIYaTbHAsI Tepalivsi, BHEIPEHUE TeX-
HOJIOTUHY PeNaKTUPOBAHUS FeHOMa, paHHsIS U 0oJiee TOY-
Hasl TMarHOCTHKa.

Biiaronapst aToMy IpoeKTy MPOU30LUIM CEPhe3HbIE U3-
MEHEHMSI B 3IpaBooxpaHeHuu: padbora 6osiee 100 6puTaH-
CKUX KJIMHUK OblJIa KOHCOIMIUPOBaHa, K KoHIy 2018 .
co31aHo 13 IEHTPOB FTeHOMHOM MEIUIIMHBI, CO31aH KOH-
copunyM GENE kak MexaHu3Mm B3aMOJEHCTBUS C MHIY-
cTpueil (4epe3 WIEHCKKME B3HOCHI 3a TOCTYIT K JaHHBIM),
3¢ HEKTUBHOCTD IMAaTHOCTUKU PENKUX 3a00eBaHUM (1u-
arHOCTHMPOBAH KaXXIblil TPETUIA MTAIIMEHT) YBEJIMIMIACH
B 4—5 pa3, yacToTa BbISIBJICHUsI OHKOJIOTMYECKUX 3a00J1e-
BaHuii nocturia 65% [7].

UKB BxitoyaeT 60ratyto KOJJIeKI1MI0 TeHOMHOM MH-
dopMmanuu, B ToMm yuciae gaHHbIXx GWAS, MOJHBIX 9K30-
moB (WES) u renoMmoB (WGS). EcTh HECKOJIbKO TPUMEPOB
TOT0, KaK 3TU Ha0OPbI JAHHBIX MTPUMEHSUIMCh /IS aHaI13a
HacJeICTBEHHOU MPUPOIbI pa3IMYHbIX TPU3HAKOB YeJO-
Beka. Hanmpumep, B 2020 r. Obu11 ONyOJUKOBAaHbBI JaHHbIE
06paboTku 49 960 3k30MOB, Gi1arogapst KOTOPHIM yIaI0Ch
YCTaHOBUTh paHee HEM3BECTHBIC aCCOLMAIINN MEXKILy Ba-
pUaHTaMU B OIPeAEICHHBIX TeHaX 1 Pa3IMYHbIMU IIPU3HA-
Kamu, BKJIIo4as accouuauuio reHa PIEZO 1 ¢ BApUKO3HbIM
paciuupeHueM BeH u reHa MEPE ¢ Mblle4HOi 1UCTpodu-
et bexkepa [8]. Ceronns pesynbrathl GWAS OputaHcko-
ro 6uobaHka (BKJII0o4asi pernpoayKTUBHOE 300POBbE U OC-
JIOXKHEHUsI 0epeMEHHOCTH) SIBJISTIOTCSI OOIIENOCTYITHBIMU
JUTSI HAYYHOTO Y MEIMIIMHCKOIO COOO0IIeCTBa, (DOPMUPYSI
HOBYIO MEAULIMHCKYIO Cpeny ISl Pa3BUTUS MTPAKTUYECKO-
O 3[PaBOOXPaHEHMSI.

buobank Anonuu (BBJ) Tak xe, kak u UK 6nodaHk
MpeaoCTaByIsieT KPYITHOMACIITAOHbIE TeHOMHBIE TaHHbIE
IUIST OOHapyXKeHUsl CBI3ei MEXIY IeHeTHYEeCKUMU
BapMaHTaMM M PaclpOCTPaHEHHBIMU 3a00JIeBAaHUSIMU
yenoseka. JJoctynHbel SNP-mannbie mpumepHo 180 000
yuactHuKOB BBJ. ¥Vxxe 6610 BoinmosHeHo WGS 3000 obpas-
uoB JIHK (https://biobankjp.org/en/info/nbdc.html). ITosn-
HOT€HOMHOE acCOLIMaTUBHOE MCCIeA0OBaHUE B SITOHCKOMN
MOITYJISIIIUY TTPOBEIEHO IS MHOXECTBA IMPU3HAKOB M 3a-
OoJieBaHU, BKIIOYasl O0JIE3HU cepAlla U COCYAOB, Mpe-
MOYTEHUS B €Ie Y HAITUTKaX, MUIIEBbIC TPUBBIYKY U IPY-
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rue [9]. 3aKoOHOMEpPHOCTU He ObUIU Obl YCTAHOBJIEHBI O€3
HCIO0JIb30BaHUsI OMOOAHKOB.

HexkoTtopblie TeHOMHBIE U KIIMHUYECKUE JaHHBIC pe-
3yJIbTaTOB MCCliefoBaHuii buobanka SInoHuM 1OCTYIHBI
Ha BeO-caiite HanroHanbHOro 1ieHTpa 6a3bl TaHHbBIX OKO-
Jsoruyeckux Hayk (NBDC). O6benuHeHue naHHbix WGS
u3 koropthl BBJ, opueHTupoBaHHOI1 Ha 3a00aeBaHMs,
u koroptel TOMMo, OCHOBaHHOI Ha MOMYJISLMOHHBIX
JaHHBIX, TIpuBeJio K ctapty npoekta GEM-J WGA — 00-
IIETOCTYITHOM YaCTOTHO Oa3bl BApDMAHTOB FEHOB HaceJIe-
Hus Anonun (https://togovar.biosciencedbc. jp).

FinnGen — 3T0 COBMECTHBII MPOEKT YHUBEPCUTE-
TOB, MEIULIMHCKUX KJIMHUK 1 61M00aHKOB DUHIISTHINM,
LIeJIbI0 KOTOPOTO SIBJISIETCS] TOMCK acCOLMallMii TeHoMa
¢ 3a00J1eBaHUSIMU. 3HAYMMOCTh IIPOEKTa JJIsI MUPOBO-
ro coo0IecTBa 0ObSICHSAETCS OTHOCUTEILHOM IeHeTH -
YeCKOU M30Jaueil (MHCKOW MOMYJISILIUU U BBICOKOM
4acTOTOM MHOTHUX M3HAYaJbHO peaKuX BapuaHToB [10].
B 2017 r. FinnGen 3amnycTui ucciieioBaHue ¢ y4acTu-
eM 500 000 yenosex: 200 000 06pa310B ObLIM OTOOpPAHbI
M3 TIPEIbIIYIINX KOTOPTHBIX KCCIIEI0BAHUM, TOCBSIIEH-
HBIX pa3JIuYHbIM paccTpoiicTtBam, a eme 300 000 6uo-
00pa310B ObLIM COOPaHbI B MEAULIMHCKUX LIEHTPAX WJIN
B3SIThI Y 310pOBBIX 10OpoBobLeB (https://www.finngen.
fi/en). [ToMrMMO MonTBEpPKAEHUST JOCTOBEPHOCTU JaH-
HBIX, ObLIO 0OHapyXeHo 30 HOBBIX accolLMallUii C pac-
MIPOCTPaHEHHOCTHIO 3a00JIeBaHUI B MOMYJISIIMSIX (DUH-
HOB M MPEICTaBUTEJICH COCETHUX YPaTbCKMUX SI3bIKOBBIX
cemeii. Pesynbratel WGS 6osee yem 3500 yyacTHUKOB
BRISIBUIN 16 962 023 momyasiliuOHHO-CIIe M (GUIHBIX
SNP u uHgenoB, KOTOpble ObLIU MPUMEHEHBI B aHaIM-
3¢ reHOMHBIX accourauuii [10].

ITpuBeneHsb! NI HEKOTOPbIE IIPUMEPHI, MILTIOCTPU-
pylolIre Kakiue BO3MOXHOCTH OTKPBIBAET IJIsl KCCIIEOBa-
HMiT 6MO00AaHK C XOPOIIO OMMCAHHOM M CTPYKTYPUPOBaH-
Hoil kosutekiueil. B Poccun nmpakTuyecku OTCyTCTBYIOT
CHCTEMHBIE LIEHTPBI COOpa FeHeTUYECKUX TaHHbIX. U Be-
POSITHO TaK Xe, Kak ¥ BO BCEM MUPE, ONTUMAaJIbHBIMU M-
cTaMu KX cOopa ciieayeT pacCMaTpuBaTh UMEHHO (popMU-
pytoluecs: 6M00aHKU 1 OMOpeCypCHbIE KOJIEKIIUK TIPU
Pa3IMYHBIX HAYYHO-UCCIEN0BATEIbCKUX U MEAULIMHCKMX
OpraHu3alusIX U IEeHTpax.

Oco6eHHOCTb NpUMeHeHus
nH$pOPMaLOHHbIX TEXHONOTNIA
B pa6oTte 6mo6aHKoB B Poccum

Poccuiickuii ppIHOK MHGOPMALMOHHBIX TEXHOIOTHIA
pa3BUBAETCSI OYEHb AKTUBHO, YEMY B OCOOEHHOCTH CIOCO0-
CTBYET IJTAHOMEPHOE MTPUHSATUE HOPMATUBHBIX AKTOB, Ha-
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MpaBJICHHBIX Ha 3aIIPET UCITOJIb30BaHMsI UMITOPTHOTO TIPO-
rPaMMHOTO 00eCIIeUeHMS.

Ha prinke nH(GOpMaMOHHBIX TEXHOJIOTHIA B 31paBO-
OXpaHEHMU CYIIECTBYIOT KPYITHEMIIIE UTPOKK, KOTOPbIE
MpeIaraloT CUCTEMbl aBTOMATH3allMK JIJIST pa3HBIX KaTe-
TOpUIi TIOJIB30BaTE/Ieii: OT OTJAEIBHOIO Bpauya U MEIUIIMH-
CKOI opraHuzainuu 10 (peaepajbHbIX OPraHOB yIpaBJiie-
Hus 3npaBooxpaHeHueM (https://www.cnews.ru/reviews/
it_v_zdravoohranenii_2020/review_table/80aec066bbfba
8e3ae878723ecf3ebcla7664ccd ). BaxkHyro HUIIY 3aHUMa-
0T 9KCIIEPTHBIE CUCTEMBI, IPU3BaHHbIE TIOMOYb B ITPUHSI-
TUU pellieHus crieluaiucToM. Takue MpoayKThl BCe yalle
CTPOSITCSI C IPUMEHEHHEM TeXHOJIOTMM UCKYCCTBEHHOT'O
uHtesiekTa (https://craftappmobile.com/iskusstvennyy-
intellekt-i-ekspertnye-sistemy-v-mobilnoy-meditsine/).
OmHAaKO TOTOBBIE MPOAYKTHI UMEHHO IS KOMIUIEKCHOM
aBTOMAaTU3alliu PabOThl TOJBKO MOSIBJISIIOTCS HA PBIHKE.
Tak, B 2022 roay o co3gaHuu MPOrpaMMHOr0 MPOAyKTa
«I'eHom Dxcniept. buobaHk» 3asiBuia KommnaHus «['eHoM
Okcnept» (http://genome.expert/).

PazBuBalonyecs uccienoBaTeIbCcKue, TMarHocTuIe-
CKHe U TepaneBTUYeCKre OMO0aHKM BCE Yallle 3a1aroTcs
BOMPOCOM MoMcKa HMMPOBBIX MPOAYKTOB MyTeM (hopMu-
pOBaHMS 3aKa3a Ha YaCTHYIO pa3pabOoTKy, M OTEYeCTBEH-
HbIe pa3pabOTYMKU TOTOBBI BBITIOJHUTH IMOJ00HYIO pa3-
paboTKy B MHTEpecax TOro Wiu MHOro 6uobdaHka, HO cTa-
HOBJIEHHME PbIHKA TOTOBOTO MPOrPaMMHOTI0 00eCIeueH s
TOJIbKO HaYMHAeTCs.

KakuM e myTeM TOJKHO MITH BHEIpeHNE HU(PPOBBIX
TEXHOJIOTUi B o6J1acTu OmodaHkupoBaHus B Poccunu? Mo-
KEM JIM MBI UCTIOJIb30BATh MOJIOKUTEIbHBII OITBIT 3apy0esk-
HbIX KoJuter? C oHOI CTOPOHBI, TTOJIE3HO YYECTh OIBIT 3a-
PYOEXHBIX CTpaH U MPOWACHHbIE UMM IIaTu, a, C APYrou
CTOPOHBI, BUIUTCSI, YTO C YYETOM CITELUMUKI Pa3BUTHSI OT-
pacii OM0GAHKMPOBAHMS M MEUIIVHBI B LIEJIOM HEU30E3KHO
Y Hac BBICTPOUTCST MHOM MOIXOA K LIMpoBU3aLIuK OM0OaH-
KOB. Bo MHOTOM 3T0 00YCJIOBJIEHO TTPOOEIaMU B IIPABOBBIX
BOIIPOCAX PETYJIMPOBAHUS AESITEIbHOCT OMOOaHKOB. B Ha-
1Ieli CTpaHe OTCYTCTBYET OTAEIbHbI HOPMATUBHO-IPaBO-
BOI1 aKT, PETYJIMPYIOLINI TaHHYIO IesITeIbHOCTD. Perymupo-
BaHMe 00OpOTa 6MO0OPA3LIOB U UH(POPMALIMK O HUX B Me-
JULIMHCKUX LIEJISIX CerofHsl (hparMeHTapHO M pa3dpocaHo
10 pa3HbIM HOPMATUBHBIM aKTaM MUHKCTEPCTBA 3ApaBO-
oxpaHeHust Poccuu (Hanpumep, I[pukaz Munszapasa Poc-
crm Ne 8031 ot 31 utosst 2020 1. «O mopsiaKe UCIoIb30Ba-
HMSI BCTIOMOTaTeJIbHBIX PENPOIYKTUBHBIX TEXHOJIOTUIA, ITPO-
THUBOITOKA3aHUSIX M OTPAHUYCHMSIX K UX TIPUMEHEHUIO» ).

B Poccuu ¢ yyeToM OTCYTCTBUS IIMPOKOI MTPaKTH-
KM aBTOMaTu3aluu padoThl 0M00aHKOB LM(pPOBU3ALIUS
JOJKHA MATU HECKOJIBKMMMU TTOC/IeI0BaTeIbHBIMU IIIaraMM:
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— TIACIIOPTHU3aLIMsl KOJUIEKIINIA,

— OpraHu3alus MPOoIeCCHHIa 00pa3IioB BHYTpU OMO-

OaHKa,

— peaym3anus oOydYaroIIMX MOIYJIEH U IMOArOTOBKA

o0yyarolux HabopoB JaHHBIX Ha 6a3e HaKaruiMBae-

Mot UH(opMalnu,

— wuHTerpauus ¢ BHemiHUM U T-nanamagproMm.

IlepBocTeneHHoOI 3agavyeit B odbiacTu MHGOpMaIU-
OHHBIX TEXHOJIOTHII B OMOOAHKMPOBAaHUU MOXKET CTaTh
co3/laHue MHCTPYMEHTA IJIs YHU(PUKAIMYU MHOTOYMC-
JIEHHBIX 1 pa3pO3HEHHBIX JaHHBIX O XpPAaHUMBIX 00pa3Iax
B efuHOM (hopmaTte, T.e. co3naHue HMMPOBBIX MACIOP-
TOB 00pa31OB U KOJUIEKIIMIA. DTO TTO3BOJIUT CYIIECTBY-
IOLIUM 0MoOaHKaM YUTU OT BeAeHUsT OyMaxkKHBIX apXU-
BOB WJIM OTHEJIBHBIX 3JIEKTPOHHBIX TaOJIMII, CO31aTh €11~
Hy10 IM(POBYIO 6a3y TaHHBIX B COOTBETCTBUM C €MHBIMU
CTaHIapTaMU.

Bropsim aTanom nudpoBU3aiii MOXeT CTaTh BHICTpa-
uBaHue GMEKTUBHON CUCTEMBI YIIPABJIECHMS KOJUICKIIM -
SIMM B 1IeJISIX 00ecIieYeHHsI ITOJTHOM ITPOCIeXMBAEMOCTH
HMCTOPUM 00PA3LOB U MOMIEPKKM HAYYHBIX MUCCIIEI0Ba-
HUIi, BHEJIPEHUE CUCTEMbI KOHTPOJISI KayecTBa, oOMeHa
JAHHBIMU ¥ 3HAHUSIMU U T.11.

TpeTbM BHEAPEHUYECKHUM 3TAIIOM Ha IYyTU Pa3BUTHS
MHOOPMALIMOHHBIX PELIeHUI B OMOOAHKMPOBAaHUU MOT
OBl cTaTh 0OPa30BaTEIbHBII MOJIYJIb, KOTOPBII BKJIFOYAJ
B ce0s1 peleHust 1Jisi o0yyeHUs1 OCHOBaM OMOOaHKNpPOBa-
HUS 11T OMOJIOTOB, Bpayeii-reHeTUKOB M CMEXKHBIX CIIeII-
aJICTOB.

ClenyonyM BaXKHbBIM aclleKTOM B CO3AaHUU -
POBBIX OMOOAHKOB SIBJISIETCSI HEOOXOAMMOCTh X BCTPaM-
BaHUs B €IMHYIO HU(MPOBYIO CUCTEMY 3APaBOOXPAHEHUS,
KOTOpasi pa3BMBAETCs C KaXKIbIM TOJIOM BCe MHTEHCUBHEE.
B akcnepTHOII cpene akTUBHO o0CyXaaeTcs TeMa i po-
BBIX JBOMHUKOB MAllMEHTOB, Bpadyeii, MEIMIIMHCKUX Opra-
Huzauuii. Bce 310 BO3MOXXHO 6J1arofapsi BoICTpauBaeMbIM
(benepasbHBIM CHUCTEMaM M B3aUMOACHCTBUSIM y4acTHU-
KoB. TpeH Ha MepCOHATM3UPOBAHHYIO 1 TTPEBEHTHUBHYIO
MEIULIMHY TUKTYeT HEOOXOMUMOCTh Pa3BUTHSI HOBBIX Me-
TOJOB JMarHOCTUKU, HaOmoneHus u teuenus. [Ipencras-
JISIETCS1, YTO OMOOAHK JOJIKEH CTaTh IIOJTHOIICHHBIM YJacT-
HUKOM LIMGpoBoit MeauIMHbL. Y ypoBeHb IMpoBU3aIUN
MPOIIECCOB B OM0OaHKE JTOJIKEH COOTBETCTBOBATH OOIIIEMY
YPOBHIO LIM(PPOBU3ALUU 3APABOOXPAHEHUSI.

OTeIbHOI HEMaJIOBAaXKHOM 3aavyeil sIBJISIETCSI CTPO-
rasi peajusalus TpeboBaHuil MH(GOPMAIIMOHHOM Ge301ac-
HOCTU 1 3aKoHomaTeIbcTBa PD. [IproputeTHO, YTOOBI MC-
cienoBaTe/IbcKue 0M00aHKU UMeJIM BO3MOXHOCTh yXoaa
OT 06pPabOTKU MEPCOHABHBIX JAHHBIX 32 CYET BHEIPEHUS
CUCTEMBbI YHUKAJIbHBIX IITPUX-KOIOB, YTO ITOBBICUT 0€30-
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MacHOCTb NaHHbIX. BOOAHKM KIMHUYECKOI HarpaBIeH-
HOCTHU, Iie paboTa ¢ NMepCoOHabHBIMU JAaHHBIMU HEO00XO0-
JIMa, JOJIKHBI CTPOTO BBITIOJIHSITh TPEOOBaHUS IO OXpaHe
naHHbIX. [ToaTomy nudponas miatgopma nomKHA Mpeao-
CTaBJISATh CPEACTBA 3alUThI JaHHBIX, 3alIUThl OT HECaHK-
LIMOHMPOBAHHOTI'O IOCTYIIA, @ CAMM PEILIeHUs TOJKHbI pa3-
BOpPAUYMBAThCS B 3alIUMIIEHHOM IlepuMeTpe OrobaHKa.

WneanbHoli LieIeBOM KapTUHOM LU(PPOBU3ALIUY JUa-
THOCTUYECKOIo OMOO0aHKa MOXET CIYKUTb MPUMEp, KOT-
Jia Jleyalldii Bpay Ha3HavyaeT MCcleloBaHue, HallpuMep,
OITyX0JIEBOI TKaHU, MUH(hOPMAaLIUs O Ha3HAYEHUU BHOCHUT-
Cs1 B MEIUIIMHCKYIO UH(DOPMALIMOHHYIO CUCTEMY, HaIlpaB-
JIeHUE B 2JIEKTPOHHOM BUJE MOIagaeT B J1abopaTopuio,
KoTOpasi OyaeT MPOoBOAUTDb UcciaenoBaHue. JlabopaTopust
B CBOIO o4Yepelb MPOBOAUT UCCleN0BaHKe B MH(MOpMaIl-
OHHOIi CUCTeMe, UHTeTPUPOBAHHOM ¢ TabopaTOpHbIM 000-
pyaoBaHUEM, B UH(POPMaLIMOHHOM Xe CUCTeME OCYILeCT-
BJIIET 00pabOTKY Pe3ybTaToB 1 (hOPMUPYET 3aKJTI0UEHMUE,
KOTOpOE€ CTAaHOBUTCS AOCTYIHBIM Bpaudy, HallpaBUBLIEMY
OuoMarepural Ha ucciaenoBaHue. A caM buomaTtepuas Ha-
npaBisieTcst JabopaHToM (MccliemoBaTesieM) B OMO0aHK,
CIeMaJUCThl KOTOPOTO YK€ 3HAIOT O IJIAHUPYEMOM I10-
CTYIUIEHUU 00paslia u ero XxapakTepucTUKax, HEOOXOaU -
MBbIX JaJIbHEUIIIMX MAaHUITYJISILIUSIX C HUM, T.K. UM B 2JIeK-
TPOHHOM BUIIe BUIHBI HarpapieHus. [TonyuyuB obpaszell,
CIIELIMAJIMCTHI MMPOBOJISIT €T0 MEePBUYHYI0 00pabOTKY, (hUK-
CUpY$ Bce dTalbl B UH(POPMALIMOHHON cUCTeMe U MoMe-
1aT Ha XpaHeHue. M Bpay B 11006011 MOMEHT MOXET CO-
3M1aTh 3JIEKTPOHHYIO 3asiBKY Ha MOBTOPHOE MCCIIeAOBaHUE,
TaK Kak B KapTe MaluMeHTa uMeeTcss MHhopMalis O TOM,
Kakoi MaTepura NMalueHTa Iae XpaHUuTCS.

HaxoxneHue B Hayajie MyTy MOCTPOEHUS (POBIX
0100aHKOB AaeT BaxKHOE MPEUMYILIECTBO — IOSIBISIET-
Csl BOBMOXHOCTb 3apaHee MpoAayMaTb MOJEJIU U ClieHa-
puu paboThl C TaHHBIMU U BBICTPOUTH €AUHYIO JIOTUKY
M TIpaBujia 00pabOTKM MH(MOpMaLIMU 15T BCEX WU 0OJIb-
et yactT 6M06aHKOB CTpaHbl. DTO MO3BOJUT U30eXkKaTh
Pa3HOPOMHBIX MOAXOA0B, YTO HEM30EKHO, ECIU KaxKIbIi
0MO00aHK TOMAET MO MyTH aBTOHOMHOM LU(pPOBU3ALIUN.
Hcnonb3oBaHue e eAMHbBIX MTPaBUJ, CTAHAAPTOB OIKCa-
HUsI, TOIXOIOB K CO3AaHUIO 3JIEKTPOHHBIX XpaHWIUII MO-
3BOJIUT KaXXIOMY OMOOAHKY, C OMHOI CTOPOHBI, PELINTh
COOCTBEHHYIO 3a1a4y MHGbOpMaTU3allMu, a ¢ APYroi CTo-
POHBI, 00ECIIeYNT MPUHUIUIMATBHYIO BO3MOXHOCTb B3a-
UMOJEICTBUS MEXAY PA3TUYHBIMU OPraHU3ALMAMHU, KaK
MeXIy caMUMU OMobaHKaMM, TaK U MexXay OMoO0aHKaMu
U MEAULIMHCKUMU OpraHU3alMsIMU, KTMUHUIECKUMU U KC-
cJIenoBaTebCKUMU J1abOpaTOPUSIMU U 1IP.

181 pertieHust BOpocoB OpMUPOBAHMS OOIIMX CTaH-
JMapTOB JOJIKHBI OBbITh ITPUBJICYEHBI IKCIIEPTHOE COOOIIIe-
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CTBO Y aKTUBHBIC YIaCTHUKU pbiHKa. M pe3yabTaTtoM nx
paboOTHI JOJKHBI CTaTh 3a(hMKCUPOBAaHHBIE HOPMATUBHO
KOHLEMIIMKA U perjiaMeHThl aBTOMAaTU3allMi OMOOaHKOB.
DTO B HajbHEMIIeM O0JIeTYUT 3a1auy KaXKIOMY OTAe)b-
HoMy 0u00aHKy. [1pu pa3zpaboTKe OTeYeCTBEHHBIX CTaH-
JAPTOB BaXXHO YYUTHIBATh U MEXIyHAPOIHBIN OMBIT, Ha-
npumMep, TpedoBaHuss MexXayHapoIHOIro ob0IecTBa OU0-
JIOTUUECKHUX U dKojorndyeckux penosutapueB — ISBER,
HO B TO € BpeMsl HEOOXOIMMO He CJIeTIoe 3aMMCTBOBA-
HMeE, a afanTalys K pPOCCUMCKUM peavsiM, TTpodIeMaTh-
Ke U 3a7a4aM.

B kadecTBe UTOra MOXHO CKa3aTh, YTO IPEICTO-
UT 0oJibIIAasl paboTa Mo pa3paboTKe U BHEAPEHUIO POC-
CUNCKUX UUPPOBBIX TEXHOJOTUI B 0071aCTU OMOOaH-
KMPOBaHUs, HO 3TO KpaiiHe BaXXHBII 3TaIl, KOTOPBIit
ITO3BOJIUT 00ECIIEYUTh MHTEHCUBHOE pa3BUTHE, OOecIIe-
YUT BO3MOXKHOCTh ITPOBENECHUSI MEIUKO-TeHETUUECKUX
U IpyTUX TUIOB UcciaenoBaHuit. KimroueBbIMU acmiekTa-
MM B 3TOI paboTe MOJKHBI CTaTh LIEHTpaIu3alus, onopa
Ha 9KCIIEPTHOE COOOIIEeCTBO, IO3TAITHOCTD ITPOIIECCOB,
HEO0OXOAUMOCTh (DOPMUPOBAHUSI TTOJTHOTO 3aMKHYTO-
ro IMKJIa paboThl ¢ JaHHBIMU, MH(pOpPMATU3aIIMsI Hay4-
HBIX UCCJIENOBAHUI, peayn3alysl B3aUMOCBSI3U ¢ 1Ud-
POBBIM 3paBOOXpaHeHUEeM, obeclieyeHrue TpeOOBaHM I
MH(OPMALIMOHHOI 6€301TaCHOCTH 1 ITOCTPOEHUE MOJIEe-
JIM MAaKCMMAaJbHOTO M3BJIEUYEHUS TTOJIb3bI OT 00padaThi-
BaeMBbIX JTaHHBIX.
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